The case of a 13-year-old boy with the advanced clinical picture of the idiopa thic DeToni-Debr\l=e'\-Fanconisyndrome is described, on whom acute studies of proximal tubular functions and of the effect of furosemide thereon were performed. Sodium bicarbonate loading corrected the hyperchloremic acidosis, but induced an increase of urinary bicarbonate loss of over 20 % of the filtered amount. Furosemide corrected bicarbonate reabsorption in spite of the presence of metabolic alkalosis. The urinary excretion of alpha-amino nitrogen, glucose, and phosphates decreased and tubular reabsorption of the two latter increased under furosemide. On a chronic treatment with furosemide and dietary sodium chloride restriction, correction of hyperchloremic acidosis, hypophosphatemia and rickets was achieved.
Introduction
Gluco-amino-phosphate diabetes, universally known by the eponym DeToni-Debré-Fanconi syndrome, is a multiple-etiology global disorder of the proximal tubular function, manifested by massive urinary wasting of bicarbonate, inorganic phospha¬ tes, amino acids, glucose, and other substances (Illig s Prader, 1961) . Its main clinical features are severe stunting, chronic hyperchloremic acidosis, and ri¬ ckets.
The pure or idiopathic variety is a precise nosological entity, whose treatment has so far been restricted to the piecemeal correction of selected bio¬ chemical signs of the disease.
This report concerns a 13-year-old boy, who was studied for the first time in 1968.* In the course of a 2.5-year long stay in the hospital, the effect of in¬ duced contraction and expansion of extracellular volume on urinary solute excre¬ tion was investigated.
Description of the case
The second child of non-related parents, within an otherwise healthy sibship of six, this boy exhibited a slow physical growth and retarded development since early childhood. He sat up aged one and did not try to walk until four years of age.
Mental and dental development had apparently been normal. At Urinary alpha-amino nitrogen values ranged from 23.9 to 93.0 mg/kg/day (normal maximum: 1.6-4.0) with an average of 50.8 + 11.6. The predominant alpha-amino acids were leucine, isoleucine, valine, methionine, tryptophan, threonine, lysine, cystine, cysteine, serine, histidine, glycine, glutamic and aspartic acids, tyrosi ne, alanine, and occasionally hydroxyproline and 3-methylhistidine; taurine and glutamine were also regularly found.
Phosphaturia varied widely, but was generally in the order of 300-400 mg/kg/d (normal maximum: 20) ; calciuria amounted to 9-15 mg/kg/day (normal maximum: 6), and glycosuria, to 1.5 to 3.0 g/1. Two creatinine clearances were normal (67 and 63 ml/min/m^); phosphate/creatinine clearances ratio was extremely high, with an average value of 0.52. (Fig. 1) , despite the descompensated metabolic alkalosis achieved by the bicarbonate load; there was a further fall in phosphate excretion (Fig. 2) , a notorious decrease in aminoaciduria (Fig. 3) and an increase in the tubular reabsorption of glucose (Fig. 4) (Illig S Prader, 1961 Indeed, glomerular filtration rate, urine-concentrating capacity and sodium excretion remained within normal limits. On the other hand, the threshold for bi¬ carbonate excretion was less than 12 meq/1, while the capacities to decrease urine pH and for excretion of ammonium and titrable acidity were normal, in the presence of a severe metabolic acidosis.
Although its intimate nature is still under question (Roth et al. 1981) , the defective solute transport apparently responds in a normal way to the modulatory effects of extracellular fluid volume upon tubular reabsorption. Under physiologi¬ cal conditions, extracellular space expansion leads to a decreased fractional reabsorption rate of bicarbonate (Kurtzman, 1970) and phosphate (Steele, 1970) ; extra¬ cellular volume contraction has the opposite effect (Vander, 1980 
